CASE REPORT
===========

A 19-year-old male patient seen at the emergency room reported shocks on the ulnar portion of his right forearm and paresthesia of the lower limbs.

At ectoscopy, a longilineal and emaciated individual was observed. He reported spontaneous improvement in paresthesia, complaining only of feeling cold. Physical and neurological examinations were within normality, except for inspection of lower limbs with bilateral patellar agenesis. The patient was aware of this fact and had already consulted with orthopedist for knee arthralgia. The patient\'s hands presented nail deformity of the first chirodactyl and triangular lunula ([Figures 1](#f1){ref-type="fig"} and [2](#f2){ref-type="fig"}). Adding to the clinical findings, the hypothesis of nail patella syndrome was raised. Complementary exams only confirmed the absence of patella ([Figure 3](#f3){ref-type="fig"}).

Figure 1Dystrophic nail of the 1st chirodactyl, a common finding in the Nail Patella Syndrome

Figure 2Triangular lunula, pathognomonic finding of Nail Patella Syndrome

Figure 3TX-ray of knee in profile showing patellar agenesis

DISCUSSION
==========

Nail patella syndrome (NPS) is a disease of autosomal dominant inheritance, occurring in 1 to 50,000 individuals. Also known as hereditary onycho-osteodysplasia, Turner-Keizer syndrome or Fong\'s disease, it is composed of the tetrad: patellar changes, nail changes, iliac horns and elbows anomalies. Its diagnosis is purely clinical, with the possibility of genetic testing for LMX1B mutation. It presents two pathognomonic findings: triangular lunula (80%) and bilateral iliac horns on pelvic radiography (70-80%).^[@r1]^

At physical examination, anomalies in the patella correspond to hypoplasia or aplasia in more than 90% of cases, and it is possible to identify dystrophic fingernails or triangular lunula, and the feet are rarely affected.^[@r1]-[@r2]^ The phenotype of the syndrome is a longilineal, emaciated individual, with muscular atrophy and difficulty in gaining weight. NPS includes vasomotor manifestations, such as cold sensation despite high temperatures. Neurologic manifestations are reported by 25% of the patients, such as decreased sensitivity to pain or temperature and intermittent paresthesia without precipitating factors.^[@r2]^

Possible complications of the syndrome are reported. Kidney involvement is the most serious, occurring in 30-50% of patients and typically presents with hematuria and proteinuria, and in 5-10% of cases, it may develop with end-stage renal disease.^[@r3]^ Studies describe that the LMX1B mutation impairs the development and functioning of podocytes and glomerular filtration slits, being strongly associated with the mechanism of renal damage.^[@r3]-[@r4]^ Another consequence of the disease possibly associated with the LMX1B mutation is glaucoma.^[@r5]^

Analyzes of the LMX1B mutation reveal a role of this gene in the development of dopaminergic and mesencephalic serotoninergic neurons. This association made it possible to elaborate the hypothesis that NPS patients have an increased risk of attention-deficit/hyperactivity (ADHD) disorder, as well as major depression, symptoms that are described by these patients.^[@r6]^

Therefore, the early identification of NPS is fundamental to initiate the screening and management of these complications, since this is a disease without cure. In the case reported, the dermatological finding of the triangular lunula, pathognomonic of the syndrome in question, made it possible the confirmatory investigation of the disease, the clarification of the symptoms to the patient and the approach that should be performed from this diagnosis.
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